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A4 A% Z 28 (spinocerebellar ataxia type 2,
SCA2)2 129 FMA| 12q24.19] AIgE ATXN2-3-HA |
9] CAG 4971 ¥HE 2o ofsf TAst= A &
A Agoltt! SCA2E I B8 % A 254%, =1
AEH7(slow saccade), =70, AW FA2A S5
FOo R Uehd 4= Qlrt? A7 A0 R gE|H u Ak WY
(olivopontocerebellar degeneration)S Ho|H, 4% F2
ZIdAZ(Purkinje cell)9] @A Aot 23 7HIE7IE
Z(dendritic arborization)& E42 2 3}’ CAG ¥HE 3]
&> 313] oJsh= BAC. 2 7HEH SCA2 k= B 343] 0]
39 BHE S 7H iR AAtE 7 2 =RolAe
323] CAG ¥HETHS 7171 SCA2E ZIehd X184 2y 591
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Spinocerebellar ataxia type 2 (SCA2) is an autosomal dominant disorder caused by
CAG trinucleotide repeat expansion in the ATXN2 gene. Only a few SCA2 patients with
intermediate alleles (32-34 repeats) have been reported. Herein, we describe a patient
confirmed to have SCA2 with 32 CAG repeats in ATXN2. A 66-year-old man presented with
progressive unsteadiness and dysarthria for several months. Brain magnetic resonance
imaging (MRI) showed diffuse cerebellar atrophy, and genetic analysis confirmed 32/22 CAG
repeats in ATXN2. CAG repeat counts in ATXN2 are typically approximately 22 in 90% of the
general population, with very low polymorphism. These findings suggest that even a minimal
expansion beyond the normal upper limit may be sufficient to cause disease, albeit with a
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(smooth pursuit)Z 8 WaFolA 25 ol Bk 417
A AAE AT HARof| A= o4 Azdo] THEFE|R] ookt

275 E 94 (magnetic resonance imaging, MRI)°[A]
alRhy Ak 9lEo] ERIE|QITHFig). FF BASIe}H AL, HIEr
1 A, A7 s AL SFRAAL STAAFRIAE X
oot AP A E(anti-GAD, vo, hu, Ri, amphiphysin,
CV2, Ma2/Ta, recoverin, soxl, titin), W--ZIAFEA AT
(very long chain fatty acid, VLCFA), 7}<&/E2AFE G
#%Y(computed tomography, CT)& Eg3st A dxt= 1
T+ oItk F-AF BAoA SCA2-AAE oI A 32/22
CAG wHEo] RI=|Ith SCAI, SCA3, SCA6, SCA7, SCA8
A}, ABCDI-3A}, A A 714 B4 (next-generation
sequencing, NGS) AAoAE E0[3t o|Af A~ 7L Holx] ¢k
Ak

59 59t At T = ofFof Hel AMARF F4
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£ A= SCAZHAERZIAINAM 323] CAG HHERHS 714

I AAs] dgst= ARE Bk B4 QoA SCA2HA

AF£E] CAG WHE: Sl4= tg/4d 2] A7k o Hom 4 2l
T2 oF 90%0llA HgF o= 223] Hrmolck'? BHE SCA2
- AAe] Hhe Sl 353]004 i 2003] o7k
HYASHA B3k 32-343] CAG RHE-2 IFE9] 7t 94
of sfgtct. A7) BHE Sl4== SCA2 SAtoll A o ARt
29 A E Elth
o] 7 &g tiE-aRH32-343] HHE)E 71 SCA2
2R BRG] o F482 56400141 70A4] Atolof] A]
3o P2l SCA2 TAt9| Bt Y A
4 IHo]9dct! SCAZHH-F-A oAl 333]
SEA7E 80Al0l A173A S35 Hol7] AlZHSHA
/& & 333] CAG vt
A|Het o Shut o] 4bo] o R AA; vHERE
splol Rl T2 e R o
A= AlARRtTL S22 o
& 2715 ot T T
o|9lom > oli= AP St th=x] okt
(14-31%]) HE--AAeE 23(34-573]) thE-F-24 AF
olofli= & 3719] CAG §HE: Aol EAf5HH ol= SCA3/mH}
-84 (Machado-Joseph disease, MJD)=tt G Zc}!
X diE-FAAH32-333] CAG HHE), & 2H
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323| CAG BI=0H2 7H EIRIOIA WASH 2 W HAAHNES 23

SRS 7Hs/d0] Al v&o] SE SCAZHE R A= 5
o] g, 5% CAG WHETho & o]RofA] 9Jof 323] CAG
HHE A= EQHgst Aol A g 4= Qi

SHH ATXN2-7AA o 49] 323] CAG RHE-2 2953541

3}=(amyotrophic lateral sclerosis, ALS)¥}2] ¢13H4o]
g B Sl Wl gtk S 7l ALSSE SCA2
7h 47 A S HaEo] Qo] - Aeko] 7hE 2 A
O 2 Fa3ltt’ 2 FRlolAe 2% 1ok 2
29 9 519l F5AE Y B AeTE WEEA] gt Al
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A= At
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